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3HAYEHUE ITOJIMMOP®U3MA I'EHA PNPLA3 B PA3BBUTUUN
U TEYEHUH HEAJIKOT' OJIbHOM ’KUPOBOWM BOJIE3HU ITEYEHU

Beeoenue

Heankoronbnas xxuposas 6one3np neuenu (HAXBII) — cocrosinue, cBa3anHoe, B nep-
BYIO Ou€pe/ib, C N30bITOUHBIM HAaKOIJIEHUEM JKUpPa B IEUYEHU, KOTOPOE MOXKET BapbUPOBATh OT
HE3HAYMTEJIbHBIX CTEIIEHEN BBIPAXKEHHOCTH JI0 CTe€aTo3a U cTearorenarura. Poib B pa3BuTun
JTAHHOTO COCTOSIHUSI UTPaAlOT HecOalaHCUPOBaHHAs [ueTa, Ooraras yriieBoJlaMy U HaChILICH-
HBIMH JKUPHBIMU KHCJIOTaMH, a TakXke HHU3Kas (usnueckas akTUBHOCTb, CIIOCOOCTBYIOIINE
Habopy M30BITOYHOTO Beca B a0JOMHUHAIBHOM 00JIACTH.

Opnnako uccnenoBanus nocieauux 10 JeT moKas3pIBalOT, YTO (PYHKIIMOHAIIBHOCTH O€JI-
KOB, OTBEYAIOIIMX 32 META0O0JU3M >KMPHBIX KHCIIOT, paBHO KaK U BBIPA)KEHHOCTb MX 3KC-
MPECCHU, MOTYT BHOCHUTH OINPEIeNICHHbIN BKJIaa He Toibko B pazsutue camori HAXBII, Ho
U B JIAJIbHEHIIIYIO MPOTPECCUI0 JAHHOIO COCTOSIHUA /10 (GuOpo3a U LHUPpPO3a C BO3MOKHOU
renaToLEeJUTIOIISIPHON KapIIUHOMOM.

[Tomumo ponu oOpaza KU3HU U XapakTepa MUTaHUs, OCIEAHUE UCCIIETOBaHMS MO/~
YEpKHUBAIOT POJIb FTEHETMYECKOTO 3B€HA B PAa3BUTHUU U MPOrpeccupoBaHuu 3aboneBanus. [lo-
aumop¢u3mbl TeHoB PNPLA3, Bnusis Ha QyHKIMOHAIBHOCTD 3KCIPECCUPYEMBIX UMU O€J-
KOB, IIPUBOAT K U3MEHEHUIO METa00IM3Ma JKUPHBIX KUCIIOT B [IEUYEHH, YTO, B CBOIO OUEPE/Ib,
BEJIET K PAa3BUTHIO HEAJIKOTOJIBHOM )KMPOBOW O0JI€3HU MEYEHHU U €€ IPOrPECCUu.

I'en PNPLA3 konupyet 6enok aJuloHyTPUH, KOTOPbIN KpailHe aKTUBHO 3KCIIpec-
cUpyeTcs B KJIETKaxX CeTYaTKH IVIa3a M CTEJUIATHBIX KJIETKax MedeHH. DKcrupeccus Oenka
B CTEJUIATHBIX KJIETKaX 3HAUUTEJIbHO MPEBOCXOJUT TAKOBYIO B rernarouuTrax. AKTUBHOCTb
JTAaHHOTO T€Ha PEeryjIupyercsi ypoOBHEM PETHHOJIA B KJIETKE: YEM BBILIE €ro CoJepiKaHue
B KJIETKE, TEM HUXE SKCIPECCHs] JaHHOTO IeHa, MHCYJIUH, HalPOTHUB, 00J1aJaeT aKTUBUPY-
IOIIIUM BO3JEHUCTBHEM.

DKcrpeccupyeMblii Oe10K aAUIIOHYTPUH B CTEJUIATHBIX KJIETKAaX 00J1a/1aeT BBIPaKEHHOMN
TUJIPOJIUTHYECKON aKTUBHOCTBIO MO OTHOILLIEHUIO K PETUHONY U Jn30(hochaTuaHoi kucaore
U y4acTBYeT B 00pa3oBaHUM JUNUIHBIX Karenb. [Ipu mytaunu PNPLA3 rs738409 (1148M)
3aMeHa M30JIeHIIHA HAa METUOHUH MPUBOJUT K U3MEHEHUI0 KOH(POpMAIMU aKTUBHOTO LIEHTPa
TakuM 00pa3zoM, 4To cyOcTpar 0osiee He CITOCOOEH CBSI3aThCS C HUM.

BrleonycanHble U3MEHEHUS U MPUBOAAT K M30BITOYHOMY HAKOIJICHUIO JKUPOB B
KJIeTKaX rnedeHu. MeHOTUNnuYecKue MposBICHUS JTAHHOIO MOJIMMOp(dU3Ma CBSA3BIBAIOTCS
C MOBBIIIEHHBIM MHJIEKCOM MaccChl Te€ja, EYEHOYHBbIM O)KUPEHHEM U CTEaTO30M M IOBBI-
IIEHUEM YpOBHS OMOXHMMMUYECKUX IOKa3zaresied, HalpuMep ajJaHMHaMHHOTpaHcdepasbl
(AJIT) n acnapraramuno-Tpancdepasa (ACT). ¥ Mmyxuun ormeuaercs 0oJiee BbIpaKeHHas!
HAXKBII, T.x. 5cTpOreH y )KeHILUH 0Ka3bIBAE€T MPOTEKTUBHBIN 3(PPEKT U CHUKAET HETaTUB-
HOE BJIMSHUE JAaHHOM MyTaluu.

[Tonumopdusm rs738409 cniocobeH BIUATH HA pa3BUTHE HEAJIKOTOJIBHOTO CTE€ATOTe-
natuta u ¢pubposa, a B ganbHeimem u nupposa y nanuestos ¢ HAXBII.
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Pucynok 1. — Memabonusm aunuoos 6 neuenu u pono PNPLA3

Bnusinue nonumopdusma rena PNPLA3 na passutue u nporpeccupoanue HAXBII
MCCJICJIOBAIIM B PsIC CTPAaH MUPA U B pa3NUIHBIX momy susax. [Tomumopdusm rs738409 siB-
JSETCS OAHUM U3 CaMbIX M3yYEHHBIX B KOHTEKCTE BJIMSHUS Ha BOSHUKHOBEHHME U pa3BUTHE
HAXGBII. V nereii nannuue nonumopduszma PNPLA3 Taxxke cBszano ¢ pazsutueMm HAXKBII
U TIOBPEXKACHUEM NI€YEHU B paHHEM Bo3pacTe. Taxke U3BECTHBI U KOH(OpMaIlMOHHbIE H3Me-
HEHMsI B CAMOM aJIUIIOHYTPUHE, IPUBOJSAILNE K HAPYIIEHUIO €10 pabOoThl B IEYECHH.

Ilenw

Onenuts BnusiHue nonumopdusma rera PNPLA3 Ha pa3BuTHe U TeUeHHE HEAIKOTOIIb-
HOM >KMPOBO# 00JI€3HM MeYeHH Y ManueHToB rpynnsl Habmonenus HAXBII.

Mamepuan u memoowt

B uccnenosanue BxitoueHo 70 manueHToB (KeHIIUH — 41, My>k4uH — 29) B Bo3pacTte oT
19 no 76 net ¢ ycranoBneHHbIM nuarHo3omM HAJXKBII. [TanpieHTam BBINOIHSIN CTaHAAPTHBIE
n1abopaTopHble U HHCTPYMEHTAaJIbHbIE UCCIIEA0BAHNUS, a TAK)KE MPOBOJIMIN OLIEHKY CTPYKTYp-
HBIX U3MEHEHUN MEeYeHH! MPH MTOMOIIN JIaCTOMETPUHU ¢BUTOBBIX BOJIH (YICB). Onpenensi-
mu momumopdu3m rera PNPLA3 1148M (rs738409 C>G) B oOpa3ax KpoBU MAlMEHTOB.

Pesynvmamut uccneoosanun

I'omozurotueiii Tunm mytaruu reHa PNPLA3 (1-s rpynma) BeIABICH y 25 4eoBeK
(36,6 %), n3 Hux xeHIuH 15 (60 %), reTepo3uroTHeIN BapuaHT (2-5 rpymnmna) —y 12 yenoBek
(17,2 %), ne obHapyxeHno mytanuu (3-s rpymmna) y 33 yenosek (47,2 %). 3HaYUMBIX pa3iu-
YU MEXy UCCIIEYEMbIMH B IPYTIaX MPH OIIEHKE OCHOBHBIX MAPAMETPOB META0OIHYECKO-
IO CUHJIPOMA HE BBISBIICHO.

VY HocuTenel TOMO3UTOTHOTO BapUaHTa MyTallMM OTMeJaJicsi 6oJiee BBICOKUI YPOBEHb
AJIT mo cpaBHEHHIO C HOCUTESIMUA T€TEPO3UTOTHOTO BapruaHTa MyTaluu u 06e3 Hee. Takxke
IIpY TOMO3UTOTHOM BapuaHTe MyTauuu reHa PNPLA3 BoisBreHbl Oosiee BHICOKHE TTOKa3aTe-
JIM cTearo3a Me4YeHH, YeM y ManueHToB 0e3 myTarun. D(PpPeKTHBHOCTD JIEUCHNUS TAKKE HIKE
y MallMEHTOB HOCUTENIEH TOMO3UTOTHOTO BapuaHTa MyTalliH.

Buwieoowt

VY marmenTos ¢ HAXBII rpynmer HaGmronenus nonumopdusm reda PNPLA3 onpene-
nseT OoJiee arpecCUBHOE TEUCHHE 3a00JIEBaHNUs, MPOSIBISIIONICECS Pa3BUTHEM J1aboparop-
HOTO CHHJIpOMa ITUTOJIU3a U BBIPAKEHHOTO CTEaTo3a MEeYeHU, 0COOCHHO B Clly4ae TOMO3HU-
TOTHOTO BapHaHTa MYyTallUU U 3aTPYIHEHUSIM B TE€paruu.

65



Cexyusn «Buympennue ooneznuy

JaneHeitmee uzydenue moauMopdusma renoB y namueHToB ¢ HAXKBII mo3sonut
CBOEBPEMEHHO BBISBIISITH JIUI[ C BHICOKUM pUCKOM HeOmarompusitHoro Teuenus HAXKBIT
1 pa3paboTarh METO/bI CKPUHUHTA U JICUCHUSI.

CIIMCOK UCITOJIb30BAHHOM JIUTEPATYPBI

1. Uccnenoranne nonumopdusma rena PNPLA3 y nanmeHToB ¢ HEaJIKOrolbHOM KHUPOBOW OONE3HBIO
MeYeHH U pa3nndHoii craaueit pudposa/ T. C. Kponesern, M. A. Jlus3an, B. A. Axmenos, /1. I. HoBukos // Dkc-
MepUMEHTaNIbHAS U KIMHUYecKas TacTpodHTeposorus. — 2018. — Ne 11. — P. 24-32.

2. PacnpocTpaHeHHOCTh HEAJKOTOJIbHOM KHUPOBOI OOJIE3HU IEUSHH Y MAaIMEeHTOB aMOyJIaTOpPHO-ONH-
KJIMHUYECKO# npakTuku B Poccuiickoii deneparn: pesynbrarel uccienosanus DIREG 2. / B. T. MBamikuH,
O. M. Jlpankuna, Y. B. Maes [u ap.] // Poccuiickuii sxypHan racTpOIHTEPOIOTHH, TEMaTONIOTHH U KOJIOIPOK-
Tojoruu. — 2015. —T. 25, Ne 6. — C. 31-41.

3. Kiunuko-mopdonorudeckue napauienu nonmumopdusma rena PNPLA3 y maiieHToB ¢ HeajIKorolib-
HOI )HpoBOi Oose3nbio neueHn / A. C. Tuxomuposa, B. A. Kucnsikos, U. E. Baiikosa [u ap.] // Tepanesruye-
cknit apxuB. —2018. — Ne 2. — C. 85-88.

YK 616.45-006.3.04-071
M. M. CyJieiiko
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PAOUAYUOHHOT MEOUYUHDBL U IKOT02UU Yenoeekay, 2. I omens, Pecnybnuka benapyce

KJIMHUYECKUHN CJIYYAU: JMATHOCTUYECKHUI ITOUCK
TP JIEMOMHOCAPKOME ITPABOI'O HAJIITIOYEUYHUKA

Beseoenue

[lepBHuuHBIE OITyXOJIM HAAIOYEYHUKOB OTHOCSTCS K OJHOMY W3 BaXKHBIX M TPYIHBIX
B JIMarHOCTHYECKOM U JIEYeOHOM IIJIaHE Pa3/IeNiOB KIMHUYECKON OHKONOTUU. OLEHUTh TOU-
HYIO0 paclpOCTPaHEHHOCTh U BBIABISIEMOCTh O0pa30BaHUI HA/IIOYEUHUKOB B MOMYJISILIMM JI0-
CTaTOYHO CJIOKHO. TeM He MeHee 110 JaHHBIM ayTOIICUMHBIX UCCIEN0BAHUNM UX pacIpoCcTpa-
HEHHOCTh coctanisier 1,4—1,7 %. [5].

Haubonee aktyanpHOU sIBISIETCS KiIacCH(UKAIMS, OCHOBaHHASI HA IIUTOT€HETUYECKOM
npuHIune [6].

[. OnuTennanbHbIE ONMYXOIU KOPHI HAAMOYEYHUKOB: aJeHOMA, KaplHHOMA.

II. Me3enxumanbHbIC OMyXOJIW: MUEIIONUIIOMA, JIUTIoMa, Gudpoma, aHTHOMA.

III. Onmyxoau MO3roBOrO CJIOSi HAAOYEYHHUKOB: (peoxpomMoruToma, HelipolnacToma,
raHIIMOMa, CUMIIATOTOHHOMA.

Kpaiine penxo B HaJMOYEUHHKAX MOTYT BCTPEUAThCS FEMAHTHMOMBI, aHTHOCAPKOMBI,
TUMGaHTHOMBI, JIEHOMUOMBI, JIEHOMHUOCAPKOMBI, JINM(OMBI, OITyXOJIH CTPOMbI TOHAAAJIEHOTO
TsKa, IepBUYHbIE MenaHoMbl. [lepBruHas eiioMuocapkoMa HaJAMOYeUHUKA — OYEHb peAKast
ME3€HXUMaJIbHasl OIyXO0JIb, PA3BUBAKOIIASICS U3 IVIaJIKOMBIIIEYHBIX KJIETOK CTEHKH LIEHTPAJIb-
HOM HaJIIOYEYHUKOBOW BEHBI UJIU €€ BETBEH, MMOATOMY OITYXOJIM CKJIOHHBI K MHBAa3UU HU)KHEN
1moJIol BeHbI U TpomO03y [1]. Ilogamstomiee OONBIIMHCTBO OMyXOJIeH XapaKTEePU3yeTCsl ObI-
CTPBIM POCTOM, YTO 3aTPYyAHSET AUATHOCTHKY 3a00JICBaHMs HA paHHUX CTaAusIX. B aHrmos-
3BIYHOM JTUTEpaType omyoaukoBaHo MeHee 50 ciydaeB JeHOMHOCApPKOMBI HaIITOUYECYHUKA [2].

JList 1eioMHOCapKOMBI HAIIIOYEYHUKOB XapaKTEePEH MHUPOKUN CIIEKTP CUMIITOMOB, YTO
CBSI3aHO CO CJIaBJICHUEM COCEHUX OPraHOB WJIM METACTa3UpPOBAHUEM B KOCTH, JIETKHE U IIe-
yeHb. OHOM 13 Hanboee YacThIX HKajJ00 y MAIMEeHTOB C JIEHOMHUOCAPKOMOW HaIIOYEYHUKOB
sBisieTcss 001b B 00Ky wiM B kuBoTe (83 %). pyrue cuMnToMbl B BUJIE HATUYHS OTEKOB
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